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Normal Function

The PRX gene provides instructions for making a protein called periaxin. Periaxin is
required for the maintenance of myelin, the protective substance that covers nerves and
promotes the efficient transmission of nerve impulses. The exact function of periaxin is
unclear, but research suggests that it helps stabilize myelin.

The PRX gene produces two forms of periaxin, called long (L) and short (S) because
they differ in size. Research studies show that the short form (S-periaxin) is distributed
throughout the cytoplasm, the fluid inside cells. The long form (L-periaxin) is
concentrated initially in the nucleus, then relocates to the cell membrane during the
formation of myelin. L- and S-periaxin probably have slightly different functions, based
on their different cell locations.

Health Conditions Related to Genetic Changes

Charcot-Marie-Tooth disease

Researchers have identified at least 10 PRX gene mutations that cause a form of
Charcot-Marie-Tooth disease known as type 4F (sometimes called Dejerine-Sottas
syndrome). These mutations result in an abnormally short L-periaxin protein that
cannot maintain the myelin structure. Disrupted myelin structure can lead to the
loss of myelin (demyelination) and impaired transmission of nerve impulses. As
a result, peripheral nerves are less able to activate muscles used for movement
or relay information from sensory cells back to the brain. These peripheral nerve
abnormalities cause the signs and symptoms of type 4F Charcot-Marie-Tooth
disease.



Chromosomal Location

Cytogenetic Location: 19q13.2, which is the long (q) arm of chromosome 19 at position
13.2

Molecular Location: base pairs 40,393,762 to 40,414,718 on chromosome 19 (Homo
sapiens Annotation Release 108, GRCh38.p7) (NCBI)

Credit: Genome Decoration Page/NCBI

Other Names for This Gene

• KIAA1620

• PRAX_HUMAN

Additional Information & Resources

Educational Resources

• Basic Neurochemistry (sixth edition, 1999): Myelin facilitates conduction
https://www.ncbi.nlm.nih.gov/books/NBK27954/#A245

GeneReviews

• Charcot-Marie-Tooth Neuropathy Type 4
https://www.ncbi.nlm.nih.gov/books/NBK1468

Scientific Articles on PubMed

• PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%28%28PRX%5BTIAB%5D%29+OR
+%28periaxin%5BTIAB%5D%29+NOT+%28peroxiredoxin%29%29+AND+
%28%28Genes%5BMH%5D%29+OR+%28Genetic+Phenomena%5BMH%5D
%29%29+AND+english%5Bla%5D+AND+human%5Bmh%5D+AND+%22last
+2160+days%22%5Bdp%5D

OMIM

• PERIAXIN
http://omim.org/entry/605725
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Research Resources

• ClinVar
https://www.ncbi.nlm.nih.gov/clinvar?term=PRX%5Bgene%5D

• HGNC Gene Family: PDZ domain containing
http://www.genenames.org/cgi-bin/genefamilies/set/1220

• HGNC Gene Symbol Report
http://www.genenames.org/cgi-bin/gene_symbol_report?q=data/
hgnc_data.php&hgnc_id=13797

• Inherited Peripheral Neuropathies Mutation Database
http://www.molgen.ua.ac.be/CMTMutations/Mutations/Mutations.cfm?Context=16

• NCBI Gene
https://www.ncbi.nlm.nih.gov/gene/57716

• UniProt
http://www.uniprot.org/uniprot/Q9BXM0
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